We report a mother and daughter with features of Aagenaes syndrome. Unlike most previous cases, there is no Norwegian ancestry and the pedigree favours dominant rather than recessive inheritance.
Infantile cholestatic liver disease with subsequent lymphoedema ( recessive inheritance; most patients had affected sibs and normal parents, with a high frequency of consanguinity. There has been one previous instance of mother-child transmission, but as the father came from the same isolated community and may have been a heterozygote, this was probably an example of pseudodominance.' By contrast, in our family the parents come from different regions of the UK, where the condition is very rare. There are two possible explanations for the mother-child transmission in our family. Firstly, the mother could have two recessive mutations, the proband being a manifesting heterozygote (or vice versa). This possibility is favoured by another pedigree, in which the father, uncle, and paternal grandmother of an affected child had plantar lymphangiomata.'
Alternatively, Aagenaes syndrome in our family may be caused by an autosomal dominant mutation arising de novo in the mother; this is the explanation we consider most likely. Such a mutation might be allelic with those in previous !ith H & E patients or Aagenaes syndrome may result , stains bile from defects in several different genes.
